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‘It would be much easier if we were just quiet and disappeared’: 
Parents silenced in the experience of caring for children with 
rare diseases































Methods: A	 hermeneutic	 phenomenology	 approach	 was	 applied	 in	 this	 inquiry.	
Fifteen	parents	of	 children	with	 rare	neurodevelopmental	diseases	participated	 in	
semi‐structured	interviews.















Rare	 neurodevelopmental	 diseases	 (NDD)	 pose	 significant	 health	
and	 social	 challenges;	 however,	 there	 is	 insufficient	 understand-
ing	 amongst	 health‐care	 and	 social	 care	 providers	 about	 parents’	
experience	 of	 caring	 for	 children	 with	 these	 diseases.	 Revealing	
the	 experiences	 of	 parenting	 children	 with	 rare	 diseases	 exposes	
narratives	 of	 parents	 struggling	 in	 meeting	 their	 children's	 com-
plex	 health‐care	 and	 social	 needs.	 Parental	 narratives	 have	 been	
unvoiced,	misunderstood	 and	 incoherent	 to	 health‐care	 providers	










In	 this	 literature	 review,	 the	 first	 section	 addresses	 rare	 diseases,	
specifically	NDDs;	the	second	section	explores	parents’	experience	
in	caring	for	children	with	complex	diseases;	and	the	third	section	




Rare	 diseases	 disproportionately	 impact	 more	 children	 than	
adults	and	can	lead	to	premature	death4;	80%	of	rare	diseases	are	
caused	by	genetic	changes.4	Contained	within	the	rare	disease	clas-
sification	 are	 genetic	 NDDs	 that	 influence	 the	 development	 and	








Narratives	 from	 parents	 with	 children	 with	 disabilities	 have	
remained	at	 the	edge	of	 larger	medical	and	social	 systems,	poten-
tially	 contributing	 to	 parental	 needs	 being	 taken	 for	 granted	 and	
remaining	 unaddressed.10-12	 Parents	 must	 become	 expert	 care	
providers	addressing	pervasive	health	and	social	needs,	navigating	
fragmented	discoordinated	care	within	health‐care	and	government	
support	 systems,	while	 carrying	 a	 heavy	burden	of	 care.13	Within	
the	 finite	studies	of	parent	experiences	 in	caring	 for	children	with	
medical	complexity,	parents	describe	carrying	significant	emotional	
and	social	 responsibility	when	caring	 for	 their	children	because	of	







torical,	 cultural	 and	medical	 expectations	of	 parents	 and	 resulting	







needs	of	children	with	 rare	diseases;	 therefore,	 literature	 focusing	
on	social	expectations	for	mothering	is	important	to	include	here.7






child.	 Glenn	 also	 speaks	 to	 social	 silencing	 as	 a	 power	 discourse	
within	 patriarchal	 systems	 that	 disempowers	 mother	 and	 parent	
voices.21	 Carpenter	 and	Austin	 extend	 this	 understanding,	 stating	






























within	 these	 social	 constructs,	 and	 parent	 experiences	 may	 be	
constrained	and	silenced	by	larger	influences	and	thus	remain	‘un-
storied’.	 There	 is	 a	 need	 to	 expand	understanding	by	 construct-
ing	new	meanings	and	 interpretations	of	parents’	experiences	of	
caring	 for	 a	 child	with	 a	 rare	NDD.	Parent	 narratives	 about	 car-
ing	 for	 children	with	NDDs	 can	offer	 deeper	 and	 richer	 insights	
into	parents’	experiences	than	exist	in	the	current	literature.	This	
knowledge	may	inform	the	development	of	sensitive,	supportive,	
appropriate	 care	 strategies,	 practices	 and	 policies.	 The	 research	
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explored	 the	 following	 question:	What	 are	 parents'	 perceptions	









honour	 the	 historical,	 cultural,	 political,	 relational	 and	 contextual	
understandings	of	experiences	and	the	generative	and	additive	ef-
fects	of	individual	or	social	influences.33,34	The	goal	of	hermeneutic	
phenomenology	was	 to	 understand	 the	meanings	 associated	with	
parents’	everyday	experiences	in	caring	for	children	with	rare	NDDs.
3.2 | Inclusion criteria















had	 high	 school	 education	with	 the	majority	 having	 several	 years	
of	 post‐secondary	 education.	 Fourteen	 of	 the	 parents	were	 living	
with	a	partner;	one	was	a	single	parent	because	of	divorce.	Four	of	
the	participants	were	married	to	each	other	and	were	 interviewed	
separately.	 Parents	had	middle	 to	higher	 income	 status,	with	nine	
mothers	and	all	fathers	employed	in	either	part	time	or	full‐time	em-








Prior	 to	 commencing	 the	 semi‐structured	 interviews,	 human	 re-
search	ethics	approval	was	received	for	this	research	project.	Due	to	
the	sensitive	nature	of	the	narratives,	the	researchers	worked	closely	
with	participants	 to	 attend	vulnerability	with	disclosure.	 In‐depth,	
face‐to‐face	 interviews	 lasted	from	45	to	120	minutes	to	promote	
engagement	 with	 participants	 and	 provide	 ample	 opportunity	 for	
TA B L E  1  Participant	characteristics
Gender Age Marital status Education Employment status
Yearly household 
income
Female 32 Married/Domestic	Partnership Some	College Part	time $50 000–$74 999
Female 30 Married/Domestic	Partnership Some	College Stay	at	home	parent $50 000–$74 999
Male 33 Married/Domestic	Partnership College Full	time $50 000–$74 999
Female 40 Divorced/Separated University	(Bachelor's) Part	time $50 000–$74 999
Male 35 Married/Domestic	Partnership College Full	time $50 000–$74 999
Female 35 Married/Domestic	Partnership College Full	time $50 000–$74 999
Female 39 Married/Domestic	Partnership College Full	time $100 000–$149 999
Female 32 Married/Domestic	Partnership Some	College Stay	at	home	parent $50 000–$74 999
Female 34 Married/Domestic	Partnership University	(Bachelor's) Full	time $75 000-$99 999
Female 38 Married/Domestic	Partnership College Full	time $75 000-$99 999
Female 43 Married/Domestic	Partnership College Full	time $75 000-$99 999
Female 44 Married/Domestic	Partnership University	(Bachelor's) Full	time $75 000-$99 999
Male 37 Married/Domestic	Partnership College Full	time $100 000–$149 999
Male 45 Married/Domestic	Partnership University	(Master's) Full	time $100 000–$149 999
Female 42 Married/Domestic	Partnership University	(Master's) Full	time $100 000–$149 999
Note: No	detailed	demographic	information	has	been	provided,	so	as	to	protect	the	personal	identity	of	the	participants.
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parents	to	describe	their	perceptions.	All	interviews	were	recorded	
and	 transcribed	verbatim.	Researchers	checked	 the	 transcripts	 for	
accuracy	before	analysis.
3.6 | Data analysis and rigour
Researchers	 read,	 reflected,	 interpreted	 and	 re‐read	 the	 data	 (in-
terviews	 transcripts	 and	 interpretive	 notes)	 individually	 as	well	 as	
collectively	multiple	times39	to	bring	forth	 impressions,	alternative	
explanations,	 divergent	 patterns,	 and	 insights	 from	 the	 narratives	












4.1 | Disconnect: ‘…And They Talk to You Like They 





stand	what	he	has	 is	 really	difficult.	Nobody	knows	about	 it	 [the	










































condition:	 ‘Sometimes	 I	 find	 that	 they	 [physicians]	don't	 really	believe	
me.	They	think	they	know	more	and	can	be	condescending’.	This	same	












4.2 | In the Ring: ‘I’m the Parent There Every Day 
Fighting for my Child’
Parents	amplified	 their	voices	and	 fought	back	when	 their	experi-











Within	 the	parent	 role,	 there	are	expectations	 to	 stand	up	 for	
your	child,	but	parents	became	frustrated	with	the	need	to	fight	for	
essential	care	needs:	‘We	are	the	people	who	ask	tons	of	questions	




















models	and	social	 systems	as	 fighters,	 saviours	and	navigators	 for	



















4.3 | Self‐Sacrifice: ‘You are Never Off Duty’
Parents	revealed	functioning	within	unrecognized	roles	as	primary	
therapist	and	caregivers	while	addressing	their	children's	care	needs.	









as	 she	wants	 to	be,	 but	 only	 if	we	 can	protect	 her,	 and	we	might	




Parents	had	 to	be	 resourceful	 and	determine	appropriate	 sup-
ports	 for	 their	 children:	 ‘We	 spend	 a	 ton	 of	 time	 researching	 and	
finding	 information’	 (Jenna).	 Parents	 felt	 inadequate,	 and	 their	 ef-





































everything	 that	 is	 happening’	 (Wendy).	 This	 hypervigilance	 brought	
feelings	of	helplessness	and	vulnerability	at	great	personal	cost:	‘You	




















dler	 in	 front	of	 the	TV	and	 there’s	 someone	 in	your	
house.	You	feel	the	need	to	be	on.	You	can’t	feel	frus-
trated	 and	 yell	 at	 the	 kid	 because	 there’s	 someone	
here.	When	you	want	to	wear	pajamas	all	day.	When	I	
want	to	nurse,	I	think	I’ve	nursed	him	in	front	of	every	





In	 summary,	 parents	 expressed	 having	 to	 address	 unmet	 care	
gaps	as	hypervigilant,	hyperresponsive	care	givers.	Parents	also	had	
to	accept	care	providers	in	their	homes,	impinging	on	their	privacy.	
This	burden	of	care	 resulted	 in	 stress	and	a	sense	of	 intrusion	 for	
parents	and	families.
5  | DISCUSSION AND CONCLUSION







The	parent	 narratives	 resonated	with	 impressions	of	 silencing,	
being	silenced	and	remaining	silent	when	 interfacing	with	systems	
and	providers.	Parents	have	been	silent	about	their	experiences	be-


















parents’	 abilities26,44,45	 and	 serve	 to	 create	 and	 sustain	 unrealistic	
expectations	 for	parents.	Our	 findings	 reveal	 the	need	to	 look	be-






the	child	or	 family,	despite	or	 likely	because	of	 the	numerous	pro-
viders	working	with	them,	experience	incomplete	sharing	of	clinical	






As	 well,	 parents	 tried	 to	 overcome	 care	 challenges	 as	 unrec-




external	 translators,	 advocates,	 and	 soldiers	 with	
expert,	 specialized	knowledge	 in	varied	medical	and	
nonmedical	fields,	including	law,	education,	behavior	











These	 are	 unrealistic	 caregiving	 expectations	 requiring	 sizable	




remain	 silent	with	 care	providers	 if	 they	 cannot	 transcend	 feeling	
overwhelmed	 and	 overburdened	 with	 predictably	 unpredictable	
home	situations.26
Silencing	 of	 parents	 also	 occurred	 when	 experiences	 were	
misunderstood,	 suppressed	 or	 not	 validated	 by	 HcPs.	 Stories	 of	
struggle,	 normality	 and	 abnormality,	 and	 familiar	 and	 unfamiliar	
dimensions	of	parenting	children	within	the	findings	enrich	and	ex-
pand	current	parenting	constructs	and	care	practices	 for	 families	












further	and	says,	 it	 is	not	enough	 to	 just	be	aware	of	what	care-
givers	are	experiencing—HcPs	must	acknowledge	and	validate	the	
care	parents	provide	for	their	children58:
But	 after	 people	 walk	 and	 drive	 far	 away	 from	 our	
situations,	we	 are	 still	 here—in	 it.	Other	 people	will	
not	make	meaning	for	us.	They	will	not	find	value	in	
our	experiences.	They	don’t	have	to—yet.	They	don’t	







Parents	 also	 described	 huge	 responsibility	 and	 burden	 when	





guage	 of	 disconnection	 and	 detachment.	 Not	 all	 parental	 experi-
ences	fit	the	form	and	forming	of	normative	disability.
With	 the	 multitude	 of	 providers,	 parents	 felt	 silenced	 when	
they	were	not	considered	as	part	of	the	plan	of	care.	Parents	de-
scribed	 amplifying	 their	 voices	 to	 get	 needed	 supports	 and	 de-




the	health	of	 the	 family	 and	cannot	be	measured	outside	of	 the	
sphere	 of	 family	 health—the	 family	 is	 the	 patient.	 Our	 findings	
support	 acknowledging	 the	 family	 as	 a	 central	 unit	 of	 care60,61; 
assisting	 parents	 with	 navigating	 and	 coordinating	 the	 broader	






of	 caring	 for	 children	with	 chronic	 illnesses	while	 generating	 new	
strategies	and	directions	for	supporting	families.	More	interpretive	
studies	could	give	voice	to	the	parent	perspective	to	improve	quality	
of	 life,	 care	practices,	 and	public	policies	 for	 families	 living	with	 a	
rare	disease.
6  | STRENGTHS AND LIMITATIONS
This	 study	 focused	 on	 the	 lived	 experiences	 of	 parents	 of	 caring	
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